INTRODUCTION
B lue rubber bleb nevus syndrome (BRBNS) is an uncommon condition with multiple venous malformations of skin, gastrointestinal (GI) tract, and other visceral sites including liver, spleen, bladder, spinal cord, lungs, bones. [1, 2] Majority of cases are sporadic, but autosomal dominant families have been reported. [3, 4] It typically appears during childhood, but occasionally are present at birth or form in adulthood. [4] Lesions are characteristically blue/purple soft compressible nodules with rubbery feel. Here we report the youngest case of this syndrome, 8-day-old female child with extensive lesions of skin including palms and soles, nail bed, oral mucosa and brain, liver and spleen. Lesions were so extensive that baby presented with congestive cardiac failure.
Moro's reflex was normal. Sucking, rooting, and tonic neck reflexes were present. On laboratory investigations hemoglobin was 8.7 g%, total lymphocyte count was 9470/mm 3 , and platelet count was 1.24 lac/mm 3 . Rest of biochemical examinations was normal.
Ultrasonography
abdomen revealed multiple well-defined hypoechoic lesions of varying size in liver and spleen ranging in size from 6 to 10 mm.
Magnetic resonance imaging (MRI) brain and spine revealed symmetric enlargement of both posterior bodies, atria and occipital horns of both lateral ventricles which filled with enlarged T2-weighted/ fluid-attenuated inversion recovery hyperintense choroid plexuses, like by representing papillomas patchy internal gradient susceptibility indicates calcifications. There were few punctate subcentimetric foci of gradient susceptibility in both cerebellar hemispheres, may represent slow flow type vascular malformation. No serpentine hypointense nidus or arteriovenous (AV) shunting was seen to suggest AV malformation [ Figure 2 ].
Few superficial soft tissue hemangiomas are seen in posterior paraspinal regions. GI endoscopy was not done due to parent refusal. Stool for occult blood was negative. Urinalysis was normal. Chest X-ray-PA view was suggestive of cardiomegaly and left side basal infiltration. Skin biopsy showed vascular malformation [ Figure 3 ].
Patient was treated conservatively with frusemide and digoxin. For anemia blood transfusion, 10 ml/kg body weight was given. Patient left the hospital against medical advice and was lost to follow-up.
DISCUSSION
The main clinical features leading to diagnosis of BRBNS in our patient were vascular malformations of skin, GI tract, brain. The vascular malformations of skin are usually bluish to purple, soft, and easily compressible. [1] Various vascular malformations that may appear in BRBNS include telangiectasia, capillary hemangioma, cavernous hemangioma, venous angioma and on rare occasion AV fistula.
They may involve brain, liver, lung or muscle also to skin and GI tract. [5] Many other locations may be involved: Oronasopharynx, liver, spleen, heart, lung, pleura, peritoneum, kidney, thyroid, parotid, skeletal, muscle, bone, bladder, brain, penis, vulva, and eyes. [1] In this patient, extensive venous malformations were present in the skin of entire body including palms, soles, oral mucosa, nail bed, eyes. This baby had vascular malformations in liver and spleen also and brain. MRI brain was suggestive of venous malformations along with choroid plexus papillomas.
Majority of cases are sporadic, but autosomal dominant families have been reported. [3, 4] In this case, there was no family history indicating sporadic form. The skin lesions of BRBNS may be solitary or be present in large number throughout the body, especially upper limbs, and trunk. [5, 6] They are bluish to purple in color, soft, compressible, rubbery feel, but may be tender.
In this case, cutaneous lesions were bluish, soft, compressible, tender varying in size from pinhead to over 5 cm.
Gascoyen reported the disease association with hemangiomas in skin and GI tract for the first time in 1860. Bean [5] was the first to call it BRBNS in 1958. Lesions appear typically during childhood, but occasionally are present at birth or form in adulthood. [4] In this patient, lesions were present since birth. The GI lesions of BRBNS are usually distributed throughout the GI tract and mostly in small bowel and distal colon. Unlike cutaneous lesions intestinal angiomas commonly bleed producing anemia.
Hematologic disturbances like chronic disseminated intravascular coagulation (DIC) have been reported in few cases of BRBNS.
In this case, though there were no signs of DIC, but 8-day-old baby presented with congestive cardiac failure.
Central nervous involvement is rarely involved in cases of definite or probable BRBNS. Most cases are associated with cerebral vascular malformation which have been designated as hemangiomas or angiomas. [7, 8] BRBNS was found to be associated with different conditions including sinus pericranii and giant venous angiomas, vertebral hemangiomas causing spinal cord compression and vertebral collapse, [9] vascular dementia due to chronic DIC and multiple cerebral infarctions. [10] In the case presented here MRI revealed venous malformations in both cerebellar hemispheres along with choroid plexus papillomas. Association of papillomas has not been reported in the earlier literature.
Histopathological examination of skin BRBNS lesions reveals vascular tissue with tortuous, blood filled ecstatic vessels, lined by a single layer of endothelium, with surrounding thin connective tissue. [11] Above finding was also present in our case. BRBNS should be differentiated from hereditary hemorrhagic telangiectasia (Osler Weber Rendu syndrome), Klippel Trenaunay syndrome, and Maffucci syndrome. These diseases are all characterized by different forms of vascular malformation. Osler Weber Rendu syndrome is characterized by bleeding punctiform angioma, recurrent epistaxis, telangiectasia and positive family history. Maffucci syndrome present with diffuse vascular malformation in the skin and soft tissue, bone malformations and chondrodysplasia. Klippel Trenaunay Weber syndrome is characterized by varicosities, hypertrophia, and soft tissue and bone deformities. [12, 13] The cutaneous lesions are usually asymptomatic and do not require treatment. When lesions occur in higher risk areas of trauma or in joints, treatment may be required, including surgery, sclerotherapy or laser photocoagulation. Some patients also receive treatment for the cosmetic problem. [14] In our patient, no treatment was given to treat cutaneous lesions. The treatment of GI bleeding BRBNS is determined by the extent of intestinal involvement and severity of the disease. If bleeding is minor or intermittent, conservative treatment such as blood transfusion and iron supplement is recommended due to high recurrence of the disease. For more significant hemorrhages or other complications such as rupture, intestinal torsion, and intussusceptions, surgical resection, endoscopic sclerosis, and laser photocoagulation have been proposed. [15] In view of no bleeding from GI tract in our case, no active intervention was done.
Yuksekkaya et al. first reported the use of low dose sirolimus in 8-year-old girl with BRBNS with sever GI bleeding, the vascular lesions were rapidly reduced, GI bleeding, and muscle hamartoma disappeared with sirolimus treatment. No adverse effects were noted after 20-month follow-up. [16] For lesions located in other organs, the aim of treatment is to control excessive bleeding or compression. If conservative therapy fails, resection may be performed.
What's New
The present case is important because of its at birth presentation, extensive involvement of skin including palms and soles, eyes, nail bed, oral cavity, brain, liver, spleen, and presence of choroid plexus papillomas.
